Ochoa syndrome, also known as urofacial syndrome, is a rare genetic disease (OMIM #236730) with autosomal recessive inheritance of mutations in the heparanase 2 (HPSE2) and the LRIG2 genes, characterized by functional obstructive uropathy and unusual facial abnormalities.
Introduction
Ochoa syndrome, also known as urofacial syndrome, is a rare condition characterized by functional obstructive uropathy and unusual facial abnormalities. It progresses to renal failure if not diagnosed early. The syndrome with mutations in the heparanase 2 (HPSE2) and the LRIG2 genes has an autosomal recessive inheritance pattern which means, both sexes are equally affected and with an increased incidence when parents are consanguineous [1, 2] . 
